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Lysosomal Disorders: Enzymatic Diagnosis in Dried
Blood Spots on Filter Paper
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Table 1. Enzymatic activities in Leukocyte
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17.7(12.7-24.3) pmoles/punch/hr ©] L ?&0}"1]
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Z @A AR M e HEHA FUTHEL2). EH
ZaAA FE3 B Azxd Y AR 4N
9] induronate 2-culphatase (Hunter) &4 &4
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Leukocyte Assay

n Mean = SD Rage Patient value % of Normal
B-GLUCOSIDASE

10 11.5+£28 5.8%+17.2 1 8.7
(GAUCHER)
IDURONATE
2-SULPHATASE 8 229+49 13.1£32.7 0.05 0.2
(HUNTER) ;
HEXOSAMINIDASE A 8 209+37.4 134 - 284 16.9 8.1

‘ HEXOSAMINIDASE B 8 1768 +373.3 1022-2514 47 2.7

Assay results are expressed as:
Leukocyte: nmoles/mg protein/hour

Blood Spot: pmoles/punch/hour
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Table 2. Enzymatic activities in dried blood spots on filter paper

Blood spot Assay

n Mean £ SD Rage Patient value % of Normal
B-GLUCOSIDASE
10 17.7 + 127 243 0 0
(GAUCHER)
IDURONATE
31 £ 038 20 43 0.29 9.4
2-SULPHATASE (HUNTER)
HEXOSAMINIDASE A 8 11.7 £ 42 9.6 21.1 1.8 15.3
HEXOSAMINIDASE B 8 70 + 23.7 61 - 122 3.9 5.6
Assay results are expressed as:
Leukocyte: nmoles/mg protein/hour
Blood Spot: pmoles/punch/hour
Table 3. Enzymatic activities in dried blood on filter paper
Enzyme n Mean = SD Range
o-Galactosidase (Fabry) 30 97 + 22 52 142
o-Iduronidase (Hurler) 12 55 £ 2.7 2.1-11.9
B-Galactosidase (GM1) 15 56 £ 25 1.9-10.9
0-Glucuronidase (Sly) 18 355 £ 16.2 22.3-68.2
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